SUMMARY 3H-DHT binding was examined in cultured skin fibroblasts from a patient with complete testicular feminisation (CTF), from his heterozygote mother, and his clinically normal sister, who menstruated normally. Binding parameters were: Bmax <1 fmol/mg protein and KD unmeasurable in CTF; Bmax=24 fmol/mg protein and KD=3*63 x 10-9 mol/l in the mother; and Bmax=46 fmol/mg protein and KD=3 * 7 x 10-9 mol/l in the sister. Five cultures obtained from genital and non-genital skin of normal male and female subjects were used as controls, in which Bmax ranged from 37 to 62 fmol/mg and KD from 2O0 to 3 6x 10-9 mol/l.
Dihydrotestosterone, the 5a reduced form of testosterone, interacts with specific cytosol receptors in cultured human fibroblasts from normal male and female subjects.1 2 The DHT-receptor protein is absent in most patients with CTF.1 [3] [4] [5] It is believed that the synthesis of this protein is controlled by an X linked gene and it seems that such a gene locus is subject to inactivation, like other X linked loci.6 It remains to be clarified whether the lyonisation influences the phenotypic expression of the gene to a certain extent so that there is no discrimination between normal subjects and carriers. To this end we compared the binding capacity of cultured skin fibroblasts from an 18-year-old possible heterozygote (fig 1, IV.1), the sister of a CTF patient, with that of the 22-yearold hemizygote (IV.2), the 46-year-old obligate heterozygote mother (111.3), and a group of normal control subjects all at reproductive age.
In this way the presence of a distinct difference in Bmax between the two female subjects of the same family examined by us was shown.
Materials and methods Radioactive labelled steroid 1,2(n)3H-So-dihydrotestosterone (specific activity 66 Ci/mmol) was obReceived for publication 11 December 1981 tained from Amersham (England). Unlabelled steroid (5-dihydrotestosterone), purchased from Sigma (USA), was recrystallised from the organic solvent before the assay. The grades of the reagents, tissue culture media, and other chemicals used were the best available from commercial sources. ... protein) compared with those derived from abdominal or forearm skin (fig 2) .
No appreciable DHT binding was detectable in skin or gonadal fibroblasts from the androgen insensitive patient (fig 3) . The binding parameters of culture C1 3, derived from the patient's sister, were within the normal range (fig 4) . The fibroblasts obtained from the mother's skin (Cl 14) showed a significant reduction of binding capacity (24.8 vs 43 fmol/mg, mean±7 33 SD of controls), even though the affinity of the 3H-DHT receptor complex was normal ( fig 5) .
Discussion
Complete testicular feminisation is a genetic disorder caused by mutation of an X linked gene. 610 The corresponding phenotype is characterised by the absence of androgen receptors, leading to feminine differentiation of androgen target organs. The lack OL cytosol receptor protein, responsible for the trinsport of DHT into the nucleus, can be shown in cultured skin fibroblasts derived from CTF patients.1 11 12 The cultures derived from normal subjects showed a low capacity, high affinity 3H-DHT binding.
Data At present, a definite conclusion cannot be drawn from our observations. However, we believe that further studies of DHT binding parameters in the female members of receptor negative, androgen insensitive families could be useful for the identification of the heterozygote. 
